A female infant who died at 2 years of age with growth and psychomotor retardation, wide anterior fontanelle, downward slanting palpebral fissures, large, simple ears, joint dislocation/contractures, recurrent infections, and severe pulmonary hypertension was found to have a de novo 7p+ chromosome. The G banding pattern was suggestive of a triplication of 7p2l.3 and 7p22; results of fluorescence in situ hybridisation studies using a chromosome 7 specific library, a subtelomeric 7p repeat (109A6), and yeast artificial chromosome clones 786gl and 850al, which are respectively associated with the (CA)n repeat markers D7S517 and D7S513, supported the cytogenetic interpretation and showed that the middle repeat was inverted. The patient's phenotype was consistent with the 7p duplication syndrome, allowing for the effects of the extra burden introduced by the partial tetrasomy. The present rearrangement may have resulted from several meiotic events occurring at the four chromatid stage, namely an unequal crossover or interhomologue translocation with points of exchange at 7p22 and 7plS followed by the inverted insertion of 7p2l.3-p2l.2 at the former breakpoint junction; moreover, a further duplication including D7S517 within the terminal 7p22 band is also required.
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Intrachromosomal triplications have so far been described for 15qll-ql3,'-5 9p22-pter,6 5pl4-pl5.3,7 and 2q37. 8 We report here on a girl with a 7p duplication phenotype resulting from a 7p distal triplication characterised by banding and fluorescence in situ hybridisation (FISH) studies.
Case report
The proband (fig 1) was the fourth child of unrelated parents; at her birth, the mother was 27 and the father 30 years old. The family history was unremarkable and all three sibs were healthy. The pregnancy was uneventful and vertex delivery occurred at 40 weeks. Birth weight was 2500 g; Apgar scores were 7 and 9 at one and five minutes respectively. The postnatal course was characterised by respiratory infections, delayed milestones, and failure to thrive. At 3 months of age her length was 55 cm, weight 2350 g, and OFC 34.5 cm (all below the 3rd centile). She exhibited hypotonia, no head control, widely open anterior .t .
. , . . (fig 4) . Hence, the rearranged chromosome can be described as as 7qter-p22::p21.3 -.p2l.2::pl5 -.p22::p22-pter and the patient's karyotype as 46,XX, trp(7) (p2l-p22) de novo.ish trp (7) 
